SUMMARY We describe four females from three families with blepharophimosis, epicanthus inversus, and ptosis who were found to have premature ovarian failure. In two families the inheritance was autosomal dominant and in one it was a new mutation. Two females had, in addition, dysmorphic facial features which have been described in other cases. We suggest that the aetiology of the blepharophimosis ovarian failure syndrome is a contiguous gene syndrome.
The concept of a collection of phenotypic features resulting from a contiguous gene syndrome (CGS) is relatively new.' A CGS results from microdeletion of part or all of a segment of genetic material containing several genes. A CGS should be considered whenever a patient has features of two (or more) known genetic but unrelated disorders. Clues to the localisation within the genome have mostly come from previous knowledge of at least one of these disorders, such as in the cases associated with Duchenne muscular dystrophy on Xp212 or because of structural chromosome change.P4 Blepharophimosis is a rare congenital dysplasia of the eyelids with small palpebral fissures and, when associated with epicanthus inversus and ptosis, is known as the BPES syndrome.5 6 
